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Neurofibromatosis type 1 (NF-1) is an autosomal 
dominant disorder provoking benign cutaneous and nerve 
sheath tumors. The cutaneous tumors termed as plexiform 
neurofibromas, which some of them are extremely visible, 
and can influence the quality of life. They can also develop 
into invasive forms of carcinomas and infiltrate into 
multiple tissues, thus endangering the patient’s life. The 
loss-of-function mutations in NF1 gene are responsible for 
NF-1 type. Due to the large size of NF1 gene (~ 350 kb 
and 60 exons), exist some pseudogenes on another locus, 
and lack mutation hotspot the molecular characterizing 
of patients is complex. In this study, we reported a 
patient showed symptoms of both NF-1 and Bannayan-
Riley-Ruvalcaba syndrome (BRRS), then performed a 
whole-exome sequencing (WES) and a data analysis for 
molecular characterization. These results showed a single 
heterozygous nucleotide variant (c.7348C>T) in NF1 gene, 

which results in a premature stop codon (p.Arg2450Ter) 
and a truncated protein, causing clinical symptoms of the 
patient. According to the results, WES is a quick and cost-
effective approach for molecular diagnosis of the mixed 
phenotype of NF-1.   
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²ÄÅÍÒÈÔ²ÊÀÖ²ß ÍÎÂÎ¯ ÌÓÒÀÖ²¯ 
C.7348C>T ÃÅÍÓ NF1 ÇÀ ÄÎÏÎÌÎÃÎÞ 
ÏÎÂÍÎÅÊÇÎÌÍÎÃÎ ÑÅÊÂÅÍÓÂÀÍÍß
Ó ÏÀÖ²ªÍÒÀ Ç ÑÓÏÓÒÍ²ÌÈ ÊË²Í²×ÍÈÌÈ 
ÎÇÍÀÊÀÌÈ ÍÅÉÐÎÔ²ÁÐÎÌÀÒÎÇÓ 1 ÒÈÏÓ
² ÑÈÍÄÐÎÌÓ ÁÀÍÍÀßÍ-ÐÀÉË²-ÐÓÂÀËÜÊÀÁÀ

Íåéðîô³áðîìàòîç 1 òèïó (NF-1) – öå àóòîñîìíå äî-
ì³íàíòíå çàõâîðþâàííÿ, ÿêå ïðèçâîäèòü äî âèíèê-
íåííÿ äîáðîÿê³ñíèõ ïóõëèí íà øê³ð³ òà â îáîëîíêàõ 
íåðâ³â. Øê³ðí³ ïóõëèíè íàçèâàþòü ïëåêñèôîðì-
íèìè íåéðîô³áðîìàìè. Äåÿê³ ç íèõ äîáðå âèäíî íå-
îçáðîºíèì îêîì ³ âîíè ìîæóòü âïëèâàòè íà ÿê³ñòü 
æèòòÿ. Òàêîæ âîíè ìîæóòü ðîçâèâàòèñÿ â ³íâàçèâí³ 
ôîðìè êàðöèíîì òà ³íô³ëüòðóâàòè ó áàãàòî òêàíèí, 
÷èì ñòàâëÿòü æèòòÿ ïàö³ºíòà ï³ä çàãðîçó. Ìóòàö³¿ 
ãåíó NF1 ç âòðàòîþ ôóíêö³¿ â³äïîâ³äàþòü NF-1 òè-
ïó. ×åðåç âåëèêèé ðîçì³ð ãåíó NF1 (~ 350 êá ³
60 åêçîí³â) íà ³íøîìó ëîêóñ³ ³ñíóþòü äåÿê³ ïñåâäî-
ãåíè; ìîëåêóëÿðíà õàðàêòåðèñòèêà ïàö³ºíò³â óñêëàä-
íåíà â³äñóòí³ñòþ «ãàðÿ÷î¿ òî÷êè» ìóòàö³¿. Ó öüîìó 
äîñë³äæåíí³ ìè ïîâ³äîìëÿºìî ïðî ïàö³ºíòà, ÿêèé 
ìàâ ñèìïòîìè ³ NF-1, ³ ñèíäðîìó Áàííàÿíà-Ðàéë³-
Ðóâàëüêàáà (BRRS), à òàêîæ ïðî íàøå ïðîâåäåííÿ 
ïîâíîåêçîìíîãî ñåêâåíóâàííÿ (WES) ³ àíàë³çó äà-
íèõ äëÿ ìîëåêóëÿðíî¿ õàðàêòåðèñòèêè. Ö³ ðåçóëü-
òàòè ïîêàçàëè îäèíè÷íèé ãåòåðîçèãîòíèé íóêëåî-
òèäíèé âàð³àíò (c.7348C>T) ãåíó NF1, ÿêèé âè-
êëèêàâ ïåðåä÷àñíèé ñòîï-êîäîí (p.Arg2450Ter) òà
ïðîöåñîâàíèé á³ëîê, ÷èì ñïðè÷èíèâ êë³í³÷í³ îçíà-
êè ïàö³ºíòà. Çã³äíî ç ðåçóëüòàòàìè, WES – öå 
øâèäêèé òà ìàëîçàòðàòíèé ï³äõ³ä äî ìîëåêóëÿðíî¿ 
ä³àãíîñòèêè çì³øàíîãî ôåíîòèïó NF-1.

Êëþ÷îâ³ ñëîâà: íåéðîô³áðîìàòîç òèïó 1(NF-1), ñèí-
äðîì Áàííàÿí-Ðàéë³-Ðóâàëüêàáà (BRRS), ïîâíîåê-
çîìíå ñåêâåíóâàííÿ (WES), íåéðîô³áðîì³í, á³î³í-
ôîðìàòèêà, ìîëåêóëÿðíèé ä³àãíîç.
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